Brief clinical report: 46,XX, del (18p) with amenorrhea, hypothyroidism, and ptosis.
A 17-year-old girl was initially evaluated because of primary amenorrhea and lack of sexual development. Chromosome studies demonstrated the presence of 46,XX, del (18p). The patient is now 21 years old and still has not menstruated. This is the first reported case of 46,XX, del (18p) presenting with primary amenorrhea. The case is of additional interest in that ptosis, a common finding in this syndrome, was not present at birth but was first noted at age 9.